[_1 O630ps! u aexmun

A.T.Bbwxos!, A.A./loxuroe®, T.H.Manspenxo’

TEHETUYECKAA NTHOOPMAIIUA JJAd IIEPCOHANSAIINU ITPOTHOS3A,
IMPOOUJTARTURUA N JIEYEHUA HEKOTOPI)JX COIIMAJIBHO 3HAYNMbIX
3ABOJIEBAHNUN
Kyb6anckuii zocydapcmeenioiti MeQuUyuncKul yHusepcumem’

2. Kpacnodap, Poccuitickas Dedepauyus,

Pocmosckuii yuenmp kapouosozuu u cepdeuno-cocyoucmou xupypeus,

2. Pocmos-na-/lony, Poccuiickass Dedepavust

ITupoxo npedcmasiena eenemuyeckas unGopmauus 0as NepCcoOHAIUIGUUL NPO2HOBA, NPOPUIaK-
MUKU U JleuenHuss HeKOMOPbIX COUUANLHO 3HAUUMBLY, 6 UACMHOCMU, Cepieuio-coeyducmolx 3abose-

eanuil.

Obcyxdaemes cospemennas npobaemd 2eHemuyueckoz0 puckd, 3p@hexmusnocms Quguueckux Hazpy3ox,
NePCOHANUIUPOBAHHOZ0 NUMANHUSL, UCNOIbI0BAHUSL OAHHBIX (DAPMAKO2EHOMUKU,
Katouegovie caosa: zenemuueckuii puck 3a060ae8anutl, nepcoHAmsauus mPezHo3d, npopuraxmuru u

Gapmarxomepanuu.

A.T.Bykov, A.A.Dyuzhikoov, T.N.Malyarenko

GENETIC

INFORMATION FOR PERSONALIZATION OF PREDICTION,

PREVENTION AND TREATMENT OF SOME SOCIALLY SIGNIFICANT DISEASES
It is represented genetic information for the personalizatiomof prediction, prevention and treatment
some cardiovascular and other socially significant diseases, and, discussed an efficacy of use of training

exercise, personalized nutrition and treatment.

Key words: genetic risk of some cardiovascular andgther diSeases, personalized medicine.

OTKprTMe B 2007 rogy ABYMSi HE3aBUCUMbIMKU UCCNeLoBa-
TEeNbCKMMU rpynnamMu BapuaHta 9p21, NnepBoro reHetmye-
CKOro ¢daKTopa, accoLMMpyIoLLErocs C KOPOHaPHOW 60/1e3Hbla
cepaua [8, 18], pacLeHnBaeTCs KaK reHeTuyecKas peBosoLus
Mo OTHOLIEHMIO K 3TOMY pacnpocTpaHEHHOMY 3a60/1ieBaHMIO, KO=
Topas KaTanuaupoBana HacTyrnieH1e 3NoxXM reHOMUKK [23324].
JocTmenuns yHaameHTanbHOM HayKu NO3BONWUAW BbISBUTL U
[ECATKM APYrnx BapuaHTOB reHETUYECKOro pUCKa CepARYHO-CO-
cyaucTbix 3a6oneBanunin (CC3) [9, 17, 24], a TakKe LOTHW Bapu-
aHTOB, CBAI3aHHbIX C pUCcKom 6onee 160 3a6oneBaHum. Ha ocHo-
BE AOCTUXEHWI B TEHOMUKE U BHEAPEHWUS TECTUPOBAHUS, reHe-
TMYECKOoro nNpodunsa MHAMBMAOB CTano npuaaBarbes 60sbluoe
3HaYyeHne NepcoHann3npPoBaHHbIM NPOrHO3y W\MPOdUNaKTUKE
CC3 v apyrux 3a6oneBaHum.

Hamu cTtaBunach Lienb pacCMOTPETh reHeTUYEeCKNM acnexkT
CHUXEHUS PUCKa HEKOTOPbIX CoLMalbHO 8Ha4YMMbIX 3aboneBa-
HUA.

Ponb reHeTU4EeCKOro TeCTUPOBaHUSA AJIS MPOrHO3upo-
BaHuA 3a6oneBaHui

MNepcoHannanpoBaHHas MeguLMHa Tpe6yeT TaKoro reHeTu-
4eCKOro TeCTMPOBaHWS, KOTOPOEMPELEABHO YETKO NPOrHO3MPY-
€T pUCK 3aboneBaHus. He Bbi3biBaET COMHEHU BO3MOXHOCTb
nepcoHanusaumn nNpodUNaKTUKUIK, Tepanum Npu pUCcKe MOHO-
reHHblX 3aboneBaHui, Hampumep, GEHUNTKETOHYPUU U BPOXK-
LEHHbIX GOPM paKagpPuU KOTOPbIX rEHETUYECKOE TECTUPOBaHNE
ABNSETCH OCHOBOM AnsaMHbopMaL MM MHAMBUAOB O 6yayLem co-
CTOSIHUM MX 340POBbS M MPUHATUS peLLEeHUs Mo cneundruyeckum
BO3AEVNCTBVISM, TaKUMIKaK MeTYeCcKne orpaHuyeHns nunv npe-
BEHTUBHas xupyprusi. OTKPbITUE HOBbLIX FEHETUYECKMUX daKTo-
poB pucKa (PPR) MoxKeT cnoco6CTBOBATL YydlEHUIO MPOrHo3a
My/NbTUreHHbIX'8aboneBaHWi, HO JOCTAaTOYHO X 3TOrO AN nep-
COHaNM3MpoBaHHOW MeauLMHbI? HEKOTOPbIE aBTOPLI HE CYKUTa-
0T JOKa3aHHbIM, YTO OTKPbITUE HOBbIX FTEHOB Y/ly4LUaeT MPOrHo3
NOMWUreHHbIX 3a6oneBaHUn U JAaET BO3MOXKHOCTb KOHTPOINPO-
BaTb PUCK B TAKOW e CTEMEHU, KaK U PUCK MOHOIEHHbIX 3a60-
nesaHui [10]. B HanbosnbLlen Mmepe TOYHbIM NPOrHO3 3aTPyAHEH
y 6€CCMMNTOMHbIX MAaLMEHTOB, KOrAa NOMHOE BbiBAEHWE nyTemn
pasBUTUS MaToONOrMKM HEBO3MOXHO. [pu abCONOTHOM pPUCKEe
MHOro®aKTopHbIX 3aboneBaHui Heobxoauma AnbdepeHLm-

anbHas\npo@unaKkTMKa n TepaneBTUYECKUE CTpaTernm ans pas-
NIMYHBIX Fpynn reHoB. [MporHo3 Takux 3aboneBaHni 6ecnosie3Ho
yCTaHaBAMBaTb MO OTAE/bHOMY FEHETUYECKOMY BapuaHTy. He-
06X0AMMO O[JHOBPEMEHHOE TECTUPOBAHWE MHOXECTBA reHeTH-
YECKUX /IOKYCOB, COCTaBNEHNE FEeHETUYECKOro Npobuna UHAn-
Bufa, a TakKe Y4€T BHelwHecpeaoBbix GaKToOpoB pucKa, Toraa
pe3yabTaT NPOrHo3a NosureHHblX 3aboneBaHnin 6yaet GakToMm,
a He OuKuMen [12]. BansHue BHelwHecpeaoBbix GpaKTopoB oc-
JIOXHSET TOYHOCTb FEHETUYECKOro MPOrHO3a KOMMIEKCHbIX 3a-
60neBaHum, ycyrybnas ux pucK Uan yMeHbllas ero (Hanpumep,
perynsipHble GpU3n4ecKme HarpysKm).

CnoXHOCTb OAHO3HAYHOrO MPOrHO3a KOMIMIEKCHbIX 3a-
60n1eBaHMI COCTOMUT elé U B TOM, 4YTo, Hanpumep, 13 40 npo-
TECTMPOBAHHBIX Y UHAWBWUAOB BapuaHToB Ha 10 BbIiBNEHHbIX
reHoTMNoB puckKa npuxoautcs 30 3alMTHBIX FEHOTUMNOB, YMEHb-
WwakLwux atoT puck [11, 25]. Kpome Toro, B accoumaumio reHos
C PUCKOM BO3HMKHOBEHMS CC3 MOryT BHOCUTb NOMEXU AUSNU-
nuaemus, runepTeH3uns u aaxke KypeHue. A.C. Janssens ¢ co-
aBTopamMu [13] noaYEPKMBAIOT, YTO BbISIBJEHWE FEHETUYECKOIO
pucKa 3abosieBaHMi 3a4acTylo MMeeT 3Ha4yMMoe Mpeumylle-
CTBO nepeq TpaauLUMoHHbIMKM PP, ogHaKo nNpu 06CYKAEHUN pe-
3yNbTaToB TECTUPOBAHUSA HEO6X0ANMO 06paLlaTb BHUMaHWE Ha
BHeELWHecpeaoBble paKTopbl pucKa [14].

feHeTU4YEeCKUM pUcK 3a601eBaHui

mnepTpojpnyeckas Kapanomuonatus. Vi3yyas 3abo-
NleBaHUs, KOHTPOJIMPYEMbIE OAHUM FE€HOM, B TOM 4uUCNe, TU-
neptpodpuyeckyto Kapanomuonatuto, A.L.Cirino u C.Y.Ho [3]
npocneaunu Hacnegyemble MONEKYNSiPHble NYTH, BKIOYEHHbIE
B pemojenupoBaHue cepla, KOTopble BbI3biBalOT apuTMuUK
W BHe3anHylo cepaeyvHyio cmeptb. [lpu aHanuse JHK 6binu
MAEHTUDULMPOBAHBI NeXallne B OCHOBE 3TOr0 MOHOIEHHOro
3a60/5eBaHUs reHeTM4yeckne aedeKTbl, Hanpumep, MyTauuu.
Kak n3BecTHo, runeptpoduyeckas Kapamommonatus — 3710 ay-
TOCOMHOE [OMMWHAHTHOE PacCTPOWCTBO, XapaKTepusylolieecs
runeptpoduen nesoro xenygouka (J1XK) ¢ HapyweHuem ynopsi-
[IOYEHHOCTU MMOLMTOB 1 GUOPO30M. KnnHuyeckas maHudecTta-
LMS — OT HU3KOW TONEPaHTHOCTU K GU3NYEeCKON Harpyske, 6011
B rpyan A0 MOBbLIWEHWUS PUCKA BHE3aMHOW CepaevyHon CMepTH.
Yactota HEO6BbACHUMOW TMNEPTPOPUYECKON KapAMoMUMOonaTiu



coctasnaet 1/500, 1 MyTaumm reHOB B CapKomMepax BbISBASOT-
csl NpUMepHO y 55-70% TaKUX UHAUBUAOB, 4YTO AeNaeT 3To 3a60-
neBaHWe Hanmbonee JOKa3aHHbIM HacnefyeMbiM KapaMoBacKy-
NFPHBIM paccTponcTBoM. OAHaKO Aarke B Cryvyasx KIMHUYECKH
YyCTaHOBNEHHOW TMNepTPOdUYECKON KapaMoMUONaTumn, HO npwu
OTCYTCTBMM MyTaL M reHOB B OAHOM CapKOMepe, He No3BoNseT
NOATBEPAWUTb KIMHWYECKUI AMArHO3, UK cregyeTt cunTaTb, YTo
3Ta NaToNorusg He reHeTUMYeCcKon 3TMONOrMK. TpU BbISBIEHHbIX
MyTaLMsX FreHOB Y 60/bLUMHCTBA YIEHOB OAHOW CEMbM, HO He
06HapyKEHHbIX MyTaLMsAX Yy OTAENbHbIX €€ NpeAcTaBUTeNen, UM
coobulaerca 06 OTCYTCTBUM WUHAMBWAYalbHOrO pUCKa, a ecnu
MyTaLuKn BbIIBASIOTCA Y BCeX, TO AaéTcsa 3aknodeHne o 50%-
OM pUCKe pa3BWTHUS 3TOro 3abosieBaHMsA U peKoMeHAaunu no
ero npodunaktuke [3]. B uenom, reHeTnyeckoe TeCcTMpoBaHue
WHOMBUAOB C rMNepTpodMyYecKon KapamoMmmonatuen aenaetcs
3ODEKTUBHBIM NYTEM UAEHTUPUKALIMM OTHOCUTENBHOIO PUCKa U
nepBUYHON NPOPUNAKTUKM BHE3ANHON CEPAEYHON CMEPTH.

YanuHéHubIN nHTepBan Q-T. BoiasneHune Ha KT yannHEH-
Horo uHTepBana Q-T M KIMHMYECKOoe NMOATBEPKAEHWNE 3TOTO CHH-
[IpPOMa accoLmmnpyeTcs C BPOXKAEHHON NPeAPacnoNoKeHHOCTbIO
K apMTMUSAIM W BHE3anHOW cepaevyHon CMepTU B CBA3KU C Hapy-
WeHWeM penonspusaumu enyooykoB. o KpawHen mepe, 8
reHoB CBS3blBAOT C CUHAPOMOM YANMHEHHOrO Q-T, XOTa Npeao-
MWHaHTHbIMWU SBASIOTCS 3 TUNA rEeHOB, Bbl3blBaloWMX AedEKTbI B
HaTPUEBBIX M KaNMeBbIX KaHanax. [lnsg npakTM4ecKux Lenem Te-
CTUPYIOT 5 reHoB, MyTaL MK KOTOPbIX 06BACHSAIOT npuMepHo 70%
cnyyaeB cMHApPoOMa YAIMHEHHOro Q-T pasHbix TMMOB. Y nauueH-
TOB C CMHAPOMOM yAJIMHEHHOrO Q-T TMNa 1, Hanpumep, 3TOT UH-
TepBan He yKopayuBaeTcs Npu Taxukapamu U BbICBOOOKAEHUN
KaTexonaMnHa B CUTyauusax YBEIMYEHHOW aJpeHepru4yeckomn
aKTMBHOCTU B CBA3M C reHeTnyeckum gedpektom KCN1, Ho nog-
naétca nedexuio B-6nokatopaMu. CUHAPOM YASIMHEHHOrO Q-T
TMna 3 Bbi3biBaeTCcsa MyTauusamm B SCNSA, kogupytowem Kapau-
anbHble HaTPUEBbIE KaHasbl, U aCCOLMUPYETCS C MPOsIoHraunemn
Q-T npu 6paguKapamu.

ApTepuanbHas runeprteH3us. B natoreHese apTtepualib-
HOW rmnepTeH3uu (Al NpMHMMalOT ydyacTne He meHee 160 Te-
HOB, B KOTOPbIX ONUCaHO MHOXECTBO NOMMOPHU3MOB) OAHAKO
KIMHUYECKM 3HAYUMBbIE pe3ynbTaThl Nosy4eHbl AN HEBOIBIOro
yucna annenen. C NOBbIWEHHBIM PUCKOM pa3BuTUA, Al accoliu=
npyetca nonMMopdu3M B reHax aHrMoTeH3WH npeBpatlatoLle-
ro ¢epmeHta (ACE,c.2306-118_2306-117ins288) 1 BlieHe
aHrnoteHsunHoreHa (AGT. pM235T). AnnenbHbli BapyaHT reHa
NOS3, Kkoaupylolero aHaoTennanbHyio NO=EKHTa3y, NpoAayK-
TomM KoTopon aABnseTca NO (3HZoTennanbHbI FURRTEH3UBHbIN
daKTop), NPMBOANUT K 3HAYMTENIbHOMY CHWMKEHMIO SKCMpeccum
NO-cuHTasbl 1, Kak cneicTeune, K CHUKEHMIO YCTONYUBOCTH K TU-
NepTEH3UBHbLIM BAUAHUAM CO CTOPOHbLI BHEIWHEN U BHYTPEHHEWN
cpeabl opraHuama.

HNwemnyeckas 6one3Hb cepaya (UBC) Takke aBnsertcs
reTeporeHHon natonornen. B natorenese UBC n UM Beayuias
ponb NMpUHAANEKMT aTepoCKAEPO3y, KOTOPbIA B 3HAYNTENBHOM
yucne cnyqaeB ABNSETCH _PE3YABIaTOM HapyWweHUs CUHTEe3a U
o6MeHa pasfiMyHbIX UMNONMPOTENIOB, HO YCTAHOBMIEHA TaKxe
ponb MyTauui B peuentopax K Hum. CemenHasa rmnepxonamcre-
puHeMus pas3BUBaeICcHd B pesyjbrate MyTauui B reHax anosu-
nonpotenHaliB (apoB) v pelenTopa K AMNONPOTEUMHAM HU3KOM
nnotHocTv (LDER). [@MO3KroTHOCTb Mo annento €2 /€2 reHa apok
TaKXKe MOXET MPUBECTU K CEMEWHOW TUMEPXONUCTEPUHEMUN.
[eHeTnyeckomy pncKyMbBC, accounmpoBaHHoMy ¢ 9p21 1 ¢ apy-
rTMMW BapuaHTaMu, a TakKe MaeHTUPUKaLMK HOBbIX GaKTOPOB,
TOJIbKO B nocnegHune 2-3 rofja NnocBALEHO MHOXECTBO UCCle-
[OBaHWM B pa3Hbix cTpaHax [1, 4]. NepcneKkTuBam pa3BuTUs re-
HeTukn MBC 1 UM B XXI BEKe B acneKTe nx NporHo3npoBaHus
n npodunakTMKKU noceseHa paboTa R.Roberts n A.F.R.Stewart
[24], KoTOpble NpUBENN CNUCOK 36 BapMaHTOB rEHETUHECKOro
PUCKa, YKa3blBaloLWMX Ha FeHETUYECKYIO MPEeAPacrnoNoKEHHOCTb
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K pa3BUTUIO KOpOHapHoM 6one3Hun cepaua. bonee 50% atux re-
HETUYECKMX BapUaHTOB BCTPEYatoTCcs Y NMONOBMHbI UHANMBUAOB
aHanuaupyemon nonynaumu, 10 BapMaHTOB reHETUYECKOrO pPU-
CKa - y 75%, a accoumMmpyloWmnxcs ¢ HU3KUM puckom UBC — y
6-17%. MpumeyaTtenbHo, YTO reHeTnyeckuin puck MbBC peannay-
eTcsl He3aBMCUMO OT 06Wwux PP, Hanpumep, BbICOKOIO YPOBHSA
xonectepona. 310 npeapacnonaraeT K pa3pad0ike HOBbIX Me-
[MKaMEHTO3HbIX M AMETUYECKUX GAKTOPOB, HaLENEHHbIX Ha pa3-
JIMYHbIE MONEKYNAPHbIE MULIEHU, U KOTOPBIEB.OyAyLLIeM ByayT
urpatb OCHOBHYO ponb B ynpasneHun UBEC n UM.

YcTaHoBNEHO, YTO BapuaHT 9h21 '00yenaBanBaeT TAKECTb
MBC, accoummpyeTcs ¢ HapyweHusaMKU CIPYKTYpbl COCyancTomn
CTEHKM M BHOCMUT BKJ1aj B NaToreHedmarepocKiepoda, Ho npak-
TUYECKM He BUSET, Kak 9p21.3pHa paHHee pa3sutiue UM [1].

dubpunnayna npescepanii U ULIEeMUYeCKUI MHCYNbT. C
Gubpunnaumen npeacepanun accoLnnpyroTCABa BapuaHTa pu-
CKa: 4925 1 16922 B PITX2 WZEX3H, a HeflaBHO yCTaHOBJIEHO,
YTO OHM ABNAIOTCA TaKKe PP KapAUEIMO0IMYECKOTO UHCYNbTA,
HO HEe [PYrux NoATUNOB MLIEMMUMECKOFRO MHCYNbTa [7]. Bonbloe
BHVWMaHWe yaenseTeayw Apyrum reHetnyeckum PP, accoummnpy-
IOWMUMUCH C ULIEMUYECKUM WMHCYALTOM [17]. C yBENUYEHHbBIM
PUCKOM MLIEMUYECKOTO MHCYALTA accoLmmpyeTcs daktop 7321
n nonumopoduam B reHax ITGA2, HDACY, GPIBA, ITGB3, FGB,
PRKCH, AGTRL2sECcTb MHEHME, YTO FEHETUYECKOE TECTUPOBA-
HWe LeneéCoobpasHOIB NPOPUIAKTUHECKNX LLeNsX Mpu Hanuyinm
poAcTBEHHUKOB 1-2 CTEneHW POoACTBa, NEPEHECLUMX WUWEMU-
4YeCKUM nHcynbT [46]. BoiaBneHne nonumopduama 3TMX reHos,
yBENMYMBAIOWIErO PUCK MHCYyNbTa, MO3BONSET pa3pabaTbiBaTb
nporpamMmmys MHAUBUAYyanbHOM NPodUIaKTMKK 3Toro 3abonesa-
HuMS.

BeHO3Hass TpPOM603MGO/IMSI KaK OC/OXHEHWEe Tpom603a
[ly6OKUX,BEH — reTeporeHHoe coctosiHue. K yBennyeHunio pucka
pa3BuTUG TPOMOO3a MOTYT NPUBECTU UBMEHEHWUS B HECKOJIbKUX
reHax, 0CO6eHHO B MPUCYTCTBUM MPOBOLMPYIOLWKX HaKTOPOB.
O1BETCTBEHHBIMW 3@ PUCK TpoM6O3a rMNy6OKUX BeH Haubo-
NIEE, 4acTO ABNAIOTCA UBMEHEHUS B FreHax CBEPTbIBAHUSA KPOBM
F2(c.97G>A) v F5(c.1601G>A), a Take NonnmMopd13M B reHax
donaTHOro umKna.

HacneacrBeHHas npupoga AePeKToB KlanaHoB cepaua
yCTaHOBNEHA, HanpuMmep, Ang GUKYCMMAANbHOro aopTajbHOro
KnanaHa v nponanca MutpanbHoro KnanaHa (NMMK). BpoxaéH-
Hble GOPMbl 3TUX MOPOKOB BbIABASAIOTCS Y)KE Y HOBOPOXKAEHHbIX
B BWAE HapylWweHWI CTPYKTYpPbl KnanaHoB. 3T HacneaCcTBEHHbIE
NMOPOKK MOryT GOPMMUPOBATLCH M30JIMPOBAHHO MM KaK YacTb
KTMHUYECKOrOo reHeTnyeckoro cuHapoma (MapdaHa n gpyrux).
Kak yka3biBaloT B cBoen 0630pHoN cTatbe R.Pagand et al. [21],
6UKycnuaanbHbll aopTainbHblM KnanaH — Haubonee yacrtas
dopma BpOXAEHHbLIX MOPOKOB cepaua, BbIABNAIOWANACSA NOYTHU Y
1,4% Bcew nonynauuu, B 3 pasa Yalle Yy My>K4uH, 1 B 35% aTtoT
MOPOK BbI3bIBAET CEPbE3HbBIE OCMOXHEHWS, BKIOYas aopTab-
HbI CTEHO3, peryprutauuio KnanaHa, 3HAOKapPAMT, aHeBpPU3-
My BOCXOASLLEN aopTbl U €€ paccloeHne, KoapKTauuio aopThbl.
CemMenHoe TecTMpOBaHWE MPOAEMOHCTPUMPOBANO BPOXKAEHHYIO
npupoay GopMUpoBaHUa GUKYCNMAaNbHOro aopTasbHOro Kna-
naHa, KOTOpbIN BbISIBSIETCA B CEMbSX B cpeaHeM y 9% - 24%
POACTBEHHUKOB. [eHeTUYecKast reTeporeHHoOCTb GUKycnuaanb-
HOro aopTa/ibHOro KnanaHa BK/IOYAET MyTaLMK reHoB, Koanpy-
oWwux GaKTopbl TPAHCKPUMLMK, MATPUKCbl BHEKNETOYHbIX MPO-
TEVHOB U MeXaHW3Mbl perynauuun nponubepaumu, anbdepen-
uMaLumm, agresmun 1 anonTosa KIeTok.

NMMK accouununpyeTcs ¢ MyTauusiMn reHOB 371acTUHa M KO-
nareHa. [eHeTMYyecKoe TeCTUPOBAHMWE YIEHOB CeMel ¢ nguona-
TUYECKMUM AOMMHAHTHbLIM NaTTepHOM HacneacTBeHHocTn NMMK
BbIIBUJIO MOMMMOPPU3MbI, aCCOLMUPYIOLLMECH C peryprutaLm-
€1 MUTPanbHOro KNanaHa, B YaCTHOCTH, TOKYCbl HA XPOMOCOMax
Xxp.16.p11.2-p12.1, xp.11p15.4, xp. 13931.3-g31.2. And une-
HOB CeMel C MMKCOMAaTO3HOM ANCTPOdUEN MUTPaNbHOIo Kiana-
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Ha xapaKTepHa MyTauus ¢unamuH A reHa (xp.xgq28). Mytauum
B reHe ¢oubpunnuHa-1 (FBN-1) u, pexe, B TCF- peuentop-2
(TGFBR2) Bbi3bIBalOT cuHapoM MapdaHa tmna | u Il cooTBeT-
CTBEHHO, Npu KoTopom NMK — obuee ABneHue.

B nocnegHue roabl reHeTMYECKUE UccnefoBaHUs 60bLION
MEXAYHapOAHOM rpynmnbl Y4EHbIX MO3BOAUAW NOAYYUTb AAHHbIE
no MAEHTUPUKALIMM BaXKHON PONN FrEHETUYECKMX BapuaL i Ha
NoKkycax LPA B natoreHese 3abofieBaHWM KnanaHoOB cepaua.
YcTaHOBNEHO, 4TO LPA reHoTUN C ANUTENbHbIM NOBbLILEHWEM CO-
aepxaHua Lp(a) B LMPKyIUpyloLwen KpoBu Npu uaeHTMdUKaLmnm
ofHoro nonMmopdmamMa B reHe, peryimpyloliem yposeHb Lp(a),
accouMnpyeTcs He TOIbKO C PUCKOM KOPOHapHOW 601e3HU, HO 1
C YABOEHHbIM PUCKOM aopTanbHOro CTEHO3a B pe3ysibTaTe Kallb-
uMdrKaLmMmn aopTanbHOro KanaHa, a Takxe ¢ Kanbunduralmen
MWTPaNbHOro Konbla (Mpu BbISBNEHWUU ABYX NOAUMOPPU3MOB),
4yTO npegonpegenser Heob6XOAMMOCTb 3aMeHbl KianaHoB Y
B3pocblx Ntogen [6]. CoaBTop paboThbl, AMPEKTOP UccnenoBa-
HWUIM reHoMa B HauMoHanbHOro MHCTUTYTa cepaua, NErKMxX u Kpo-
BM B HaunoHanbHom nHctutyTe 30poBbs CLUA npodeccop Chr.
O’Donnell oTMeTUA, 4TO MeAUKaMEHTOB A9 NPODUNAKTUKKN UK
3amefneHna pa3BUTUA aopTasibHOro CTEHO3a HET, U NoCTaBui
BOMPOC 0 HEO6XOAMMOCTU Pa3PabOTKMN HOBbIX TEPaneBTUYECKMX
CPEACTB.

Pagom uccnegoBaTtenen BbiCKa3biBaeTcs MHEHWE, YTO pe-
3ynbTaTbl TECTUPOBAHUS FEHOB AN151 OLLEHKM PUCKA PasnnYHbIX
3aboneBaHni, 0COGEHHO MOAUIEHHbIX, BCE elé MnpoTuBope-
YMBbI, U OCTAIOTCH COMHEHWS MO WX BanuMAHOCTWU, MPOrHOCTU-
YEeCKOW 3HaA4YMMOCTM M NMONb3bl AN KIMHWYECKON MpPaKTUKK, a
TaKXe OTHOCWUTENbHO OGMO3TUYECKOro acneKkTa TeCTUPOBaHUA
nepcoHanbHoro reHoma [14, 19]. Bo MHorom ato o6ycnosie-
HO MpojosKaLwencs naeHTuPUKaLmMen HOBbIX FeHETUYECKMX
pa3HoBMAHOCTENW. Kpome TOro, BO3MOXEH U HexenaTenbHbIK
NCUXONOTMYECKUIM acneKT TPaKTOBKM NalueHTamu pesynsra-
TOB FEHETUYECKOro TECTUPOBAHWS, KOra OHWU He XOTHAT HUYero
npeanpuHUMaTh ANa NPOOUNAKTUKM U CHUXKEHUS pUCKA 3a60=
NeBaHMs, TaK KaK «OH MOCTOSIHHO 3anucaH B reHax». YeTaHoB-
JIEHO TaKKe, YTO MHAWMBWAbI MOTYT UCMbITbIBaTb TPEBOMXKHOCTb,
€CIU Yy HUX Ha OCHOBE FeHEeTUYECKOro TecTMPOBaHWs OOHa-
pYyXMBaETCA PUCK pas3BUTUS onpedenéHHbiXx 3aboNeBaHun, U
CaMOCTOSITENIbHO HayaTb MPUMEHSATb U3JUILHKE ANS HUXRBO3-
[encTBma Ha 340poBbe. MHOrMe nauueHThl, ¥ KOTopbIX He 06-
HapyXeH reHeTUYEeCKU PUCK 3ab0neBaHus, CYUTAIOT,,YTO OHU
MOryT cobntofaTb Takon 06pas KU3HW, KOTOPBIM UM 3axo4eTcs,
1 TaKXKe He NpefnpuHUMAaloT HUKaKUxgMeER, Nnpoduiiaktuku. Mpu
3TOM He Y4YUTbIBAETCS, Y4TO BHELHeCpeaoBBIEndaKTopbl, Takue
KaK aueta, KypeHue, dG1uanyecKkas nacCMBHOCTb MOTYT 3a4acTyio
OKasblBaTb Haubosbluee BNUSHWE Ha, PUCK 3aboneBaHui Mo
CPpaBHEHMUIO C reHeTUuYecKnm puckom [14]. OqHaKo 3anHTepeco-
BaHHOCTb HaceneHus B MHGopMaummn 0 CBOEM reHoTUNe Hapac-
TaeT, U NonyYyeHne eé MOXETIMOTUBUPOBaTL YeNOBEKA OLLEHUTL
CcBOWM 06pa3s XM3HKU, CBOE NoBefeHne ans Toro, 4To6bl CHU3UTL
BbISIB/IEHHbIV PUCK 3aB0AEBaHMs. Y3ke ony6/MKOBaHbl Pe3yib-
TaTbl BAUAHWSA NONY4EHHOW MauveHTaMn MHANBUAYaNbHOM reHe-
TMYeCcKom MHbopmaLM Ha 3a0poBbecbeperatolee noBegeHme,
Cnoco6CTBYOLLEE CHUKEHUWION PUCKa Pa3BUTUS, HanpuUMep, cep-
[€4HO-COGYAUCTON MaToNoFUn, 60/1€3HN Anbrenumepa u apyrux
3a6oneBaHui. MiOuzounian ¢ coasTopamu [20] onucanu ogHO
13 CBOUX HAONIOAEHNI: Y MYX4UHbI 43 neT 6e3 CUMNTOMOB cep-
[1le4HO-COCYIUCTbLIX 3a60neBaHUA, HO C OTArOLWEHHBIM CEMEN-
HblM aHamHe3oM o MM n UBC, npodunb reHoma/npoteoma
XapakTepun3oBan 5-kpaTHbii puck UM, 3-kpaTHbii puck CH m
BbICOKMM PUCK pa3BuUTUS deHoTMna no 3TMM 3aboneBaHusAM.
[nqa npefynpexaeHus HeraTMBHOMO BAMSAHUSA 3TUX PUCKOB Obln
paspaboTaH MHAWBWAYabHbIV MaaH NPOPUIAKTUKK, BKIIOYato-
WM U3MEHEHWE NOBEAEHMA U COOTBETCTBYIOLLYIO pUCKaM dap-
MaKoTeparnulio, U 3Ta cTpaTerus ycrnewHo peanmM3oBbiBanach, B
4YaCTHOCTH, B CBA3M C BbICOKOW MOTUBALIMEN NaLMeHTa.

AccouMauunm reHeTUYEeCKOro pucka c¢ ¢daxKropammu
BHELUHEN cpefbl

OpraHu3m obnagaer, No KpavHen Mepe, TPEMSI OCHOBHbIMMU
cTpaternsiMu ajantauuun K BHeWHeW cpefe, obecneynsarowm-
MU BblXUMBaHWe. OfHa cTpaTterns agantaluu K HOBbIM YC/I0BU-
SIM BHELWHEeN cpelbl — 3T0 UBMEHEHUS B [I0C/eA0BaTeIbHOCTH
onpefenéxHbix nonmvnentuaoB B AHK (0T NOsSiBNEHNS HOBbIX re-
HOB 10 NoAMMopdU3Ma NPEXHUX reHoB). NoAnmMopdur3m npouc-
XOOMT He MeHee YeM B TedeHne 5000meT,Biopas agantveHas
cTpaTterns K BHeLWHecpeloBbiM UBMEHEHUAM OCYLLECTBNAETCS
B OTHOCUTENIbHO KOPOTKUM CPOK Yepes, snureHeTuyeckue Mo-
anduKauum, B NpoLiecce KOTOPbIX MPOUCXOAUT AEKOPUPOBaHUE
HYKNEeOoTUAOB, Hanpumep, METUAMPOBAHVE. T MoabUKaL MK
3aBeplIalnTcs U3MEHEHUEM 3IKERPECCUM FeHOB (aganTauuen
K BHelWHewW cpeae). PuHanbHaa cTpaserus agantaumm K usme-
HUBLLENCS BHELWHEN CPEJe — 3TO IKCMPECCUS NPEKHUX FEHOB B
TeYeHWe 4acoB, AHeN UIW HedeNb; B NpoLecce agantauuun npo-
NCXOAAT UBMEHEHUS B YPOBHENIPOTEMHOB WM UX KaTanuTuye-
CKOM aKTUBHOCTMU. CnoeeBHOCTL MpoayLMpoBaTb afanTuBHbIE
M3MEHEHUS B IKCIPECCUN FTEHOB 3aBUCUT HE TO/IbKO OT Hacnea-
CTBEHHbIX F€HOB, HQ U OT GU3NYECKOM aKTUBHOCTU / HEaAKTUB-
HOCTHU U NIOBbLIX 3NUreHETUYECKNX UBMEHEHUI, NPOUCXOAALLUX B
YXU3HM HernoBeKa.

OTMETUM, YTO IKCMPECCHUS TEHOB ONpeaensieT TPaHCAAUMo
MHDOPMaLIMK, 3aKOAUPOBaAHHOMW B reHe npoTenHa. MameHeHus
B 3KCMPECCHU, reHOB B CKENETHOW MYyCKynaType npu TPeHUpy-
oKX GU3UYECKMX Harpy3Kax He BbI3bIBAlOT NMOJOGHbBIX U3Me-
HEHUN B, PENPOAYKTUBHbIX KNeTKax, 06ecneynBalonx BPOXK-
LEHHYIO afanTaLumio, TaK KaK TONIbKO U3MEHEHUS B CEKBEHLIUK
[OHK, B penpOayKTMBHbIX KNeTKax nepeaalTcs no HacneacTsy.
B Lenom, n3meHeHusa B nocnegosatensHoctM JHK, anurenetm-
yeckan Moandurkaumusa AHK n akcnpeccus reHoB MOryT crnoco6-
CTBOBaTb ajantauuu opraHM3ma K HOBbIM YCNOBUSIM BHELWHEN
cpeab.

Eweé okono 45 net Hasdaj He Obln0 U3BECTHO, MOMET NN
dun3nYeckass aKTMBHOCTb M3MEHATb IKCMPECCUIO TEHOB [ANs
obecneyeHnss GUOXMUMHUYECKOM ajanTaunm K GU3UYECKUM Ha-
rpy3Kam, HO B KOHLEe XX BeKa 6blnn NpoBeaeHbl UccneaoBaHus,
NoKasaBLlWe y4yacTMe reHoB B TaKMX afanTalMOHHbIX NpoLec-
cax, TaKXXe Kak ¥ B gu3afantauuu npu runognHamuu. [osxe
6blIX NOJSTy4EHbI 3KCMEPUMEHTANbHbIE JaHHble 06 yBeNnnYeHun
Ha NpoTsKeHun 12-15 reHepauuin 61aronpuUaTHbIX OTIMYUI BO
MHOXeCTBe OMOXMMUYECKUX U DU3UONOrMYECKUX MNoKasaTe-
Nnen y NoTOMCTBa HETPEHUPOBAHHbLIX KPbIC C BbICOKOW paboTo-
CMOCOBGHOCTBIO MO CPaABHEHUIO C MOTOMCTBOM KpbIC C UCXOAHO
HM3KOM PaboTOCMOCOGHOCTbIO, OnpefenEHHON MpuU Tpeamui-
TecTe. JKCTpanonnpya 3TM AaHHble Ha 4yenoBeKa, 6bl10 npea-
MOJIOXKEHO, YTO HapYLIEHHaa perynsauns OKCUAATUBHbLIX NyTEN B
MUTOXOHAPUAX MOXKET ObITb 06WMM HaKTOPOM, CBA3bIBAIOWNUM
CHWMXEHHYO 061yt a3po6HYI0 EMKOCTb OpraHn3mMa YenoBeKa ¢
MeTaboMYeCKUMH U CePAEYHO-COCYANCTbIMU 3ab0neBaHUAMM.
ECTb MHeHWe, 4YTO reHeTUYecKU AeTepMUHUPOBAHHAsA HU3Kad
aspobHaa paboToCNoCOBHOCTL MpeaonpeaensieT PUCK pasBu-
TUS NOBBILEHHOIO YPOBHS MHOKO3bI, XMPOB, Al — rpynnbl Ha-
PYWEHWIN, KOTOPbIE B COYETAHUWU C TMNOAUHAMUENA, UMMYHHbIM
BOCNaJIEHWEM W HapyLleHWeM MmeTabonmM3ma NpuMBOAAT K atepo-
CKJ1IEPO3Y M CBA3AHHLIM C HUM 3a60/1IeBaHNAM.

dur3nyecKas aKTUBHOCTb BOB/IEKAET B KOOPAMHUPOBaHHOE
QYHKLMOHUPOBAHME HECKONBbKO GU3NONOMMYECKMX CUCTEM, aK-
TUBUPYET B HUX MeTabonnyeckue npoueccol. Ecnu 6a3anbHbin
ypoBeHb MeTabonnama coctasnser 160-290 ma O,/MUH., To BO
BpemMs GU3NYECKON Harpy3KuM OH y ManomnofBUMKHbLIX MONOAbIX
nogen MoxeT yBenuumBatbes B 10 pas, a y 3/IMTHbIX crnopTcMe-
HOB — B 20 pa3. 310 NOATBEPXKAAET, YTO a3pPOOHblIe METAB0N-
YecKkue NyTu ajanTtauuu MNoALEpXKMBAIOT BbICOKME MeTabonu-
Yyeckue 3anpocbl GM3NYecKom akKTMBHOCTH. MpUTOK KMcnopoga
K HWXHUM KOHEYHOCTIM BO BPEMS MaKCUMalibHOW Harpy3ku



yBenunuusaetcs B 40 pas, 4To HaMHOro 60/blue, YEM K BEPXHUM
KOHeYyHoCTAM. 3Ta 0CO6EHHOCTb 3aKpernjieHa reHeTu4ecku (B
NPOLWIOM ANIA BbIXXMBAHUS NIOAAM HYXXHO Obl10 BbICTPO nepe-
[BUraTbCs) M OTpaxKaeT ajanTalumio FreHOB K BHeLLHen cpege [2].
Ho nocTteneHHo HapacTalowas y nofen runoguHamug npusena,
KaK Mbl yXe roBOpuin, K U3BMEHEHMUIO 3KCMPECCUU TEHOB, Bbl-
3bIBast HEMOJTHOLEHHYIO ajanTaLluio U pa3BUTUE Pa3/INMYHbIX 3a-
6oneBaHum.

OTHOCHTENIbHO KOHLEMNUMX B3aUMOAENCTBUS «OKpYrKalo-
was cpeaa — reHbl» MPUMEHUTENBHO K 3ab0/seBaHusAM 4eno-
BEKa OTMeYaeTcs, YTO Kawibli UHAMBKUA HacnegyeT cneundu-
YECKYI0 KOMOMHALMIO aCCOLMMPYIOWNXCA C OnpeaenéHHbIMU
3a60/1€BaHNSIMW TEHOB, YTO MPWU COYETaHUU C KOMMOHEeHTaMu
BHelWHeNn cpebl GOPMUPYET OTHOCUTENbHBLIN PUCK MPEBbLILIEHUSA
nopora KIMHUYEeCKMX NPosiBIEeHMI 3aboneBaHuin. lMnoguHamms
npeacTaBaser CBOEro poaa HebnaronpuATHbIM GaKTop BHELL-
Hen cpefbl n aBnsetca OP pa3BuTUA AM3aAanTUBHbLIX 3MEHe-
HWUI 3Kcnpeccun reHoB [2]. Korga puck 3aboneBaHns NpeBbl-
LIaeT Nopor 6MOI0rMYECKON 3HAYNUMOCTH, YenoBeK 3aboneBaet.
Kawabll nHaMBug obnajaeTr CBOMM COOGCTBEHHbIM Habopom
YyA3BUMbIX K 3a60/1€BaHUSIM FEHOB, KOTOPble B3aUMOAENCTBYIOT
¢ paKTopoM runoanHamMuu. Mpu aTOM 1 BO3HWKAIOT HapPYLLEHUS
3KCMPECCHM ITUX FrEHOB, 4TO CNOCOBCTBYET GOPMUPOBaHUIO de-
HOTMMA TOr0 UM MHOIO XPOHMYECKOro 3aboneBaHusl. Hegocta-
ToYyHas dm3nyeckas aKTMBHOCTb HaceneHus, 0COGEHHO B pas-
BUTbIX CTPaHaXx, B CBA3U C BHeAPEHUEM JOCTUKEHUN TEXHUKN B
NOBCEAHEBHYIO M3Hb Ye/I0BEKA, MOBCEMECTHO OTPAXKaeTcs Ha
300poBbe MHAMBKAOB. B CLUA, Hanpumep, HegOCTaTOYHbIN ypo-
BeHb GU3NYECKOMN aKTUBHOCTM COBCEM HEAAaBHO BbIABAANCSA Y
50% B3pocnoro HacenexHus; 25% nogen, TONbKO YTO AOCTUTLLIMX
penpoayKTMBHOIO BO3pacTa, ObiM GU3MYECKM COBEPLUEHHO
naccuBHbl BO BpeMs ocyra, a NpMMEPHO ABE TPETU LKONbHU-
KOB 9-12 KnaccoB He UCMbITbIBAN U MMHUManbHOW NOTPeBGHO-
CTU B PU3MYECKON aKTUBHOCTU. XOTH 6OJIbLUIMHCTBO COBPEMEH-
HbIX eTEN U NOLPOCTKOB B Pa3BUTbLIX CTpaHax He Hy>KaatoTcs B
GU3NYECKON aKTUBHOCTH N5 BbXKUBAHUSA, UM AN COXPaHEHUS
3[0POBbS OCTPO HEOOXOAMMbI GU3NYECKME Harpy3Ku BpyacChi
focyra, Haye ausafanTuBHblE U3MEHEHUSA 3KCMPECCUU reHoB
npuBeayT K pacnpocTpaHeHHOMY GopMuUpoBaHUio PEHOTUIOB
TEX UM UHbIX 3a60neBaHUN.

Hanpumep, reHeTMyeckne Bapuauuun HykneapHoro dak-
Topa 4-anbda reHa renatounToB acCoLMUPYIOICH C IIPOFHO30M
nonabeta TMna 2, 0CO6GEHHO B COYETAHUM C OXKUPEHKEM UK TU-
nogvHamMuen. Xopolen uancTpaunen [OBBILLEHHOMO PUCKa
pasBUTHSA TAKOro NOAUIeHHOro 3aboneBaHns, KakimMadeT Tuna
2, Ha GOoHe rMnognHaMmMn 1 CEMENHOro aHaMHE3a, OTATOLLEHHO-
ro 3TUM 3ab0sIEBaHUEM, MOXKET CNYUTbPUC. 1.

Ha puc. 1 nokasaHo, YTO XeHWMWHbI, OTHOCALLMECS K rpyn-
ne ¢ HauMMeHbllen GU3MYECKOM AKIMBHOCTIWM, MMEIT BABOE
O0NbWNN OTHOCUTENBbHBIN PUCK Pa3BUTUSIBTOro 3abosieBaHus
no CpaBHEHWIO C Hanbonee GU3NYEEKU aKTUBHBLIMU XKEHLLUHA-
MU. Bo Bcex aHanvM3npyeMBIXsEpynnax *XeHLMH, ecm XoTts 6bl y
0fHOro U3 poautenen B aHamHese, 6bin gnadeTt Tmna Il, oTHoCK-
TeNbHbIN PUCK 3TOro 3a60N1EBaHUA Obl HAMHOIO BhILLE, YEM NPU
poauTensax 6e3 guabeTa, UATOT PUCK Y KEHLUMH C HAUMEHbLUEN
GU3NYECKON aKTUBHOCTBIO Obll Ha 65% Bblile, YEM Y BbICOKO
GU3NYECKN AKTUBHBIX KEHLIUH. TakuM 06pa3oMm, BPOXKAEHHbIN
pUCK anabeTtaiuna 2 ycyryonsaercs HegocTaToyHoM GUanyeckom
aKTMBHOCTbI0. B BOBHMKHOBEHMM AnabeTa Thna 2 60/blloe 3Ha-
YyeHue MMeeT yMeHbleHWE MI0THOCTU Cy6CapKONEMHbIX MUTO-
XOHAPUM U UX GYHKLUA NPU TMNOAUHAMUK, TO eCTb dU3n4ecKas
HEaKTUBHOCTb MOXET UrpaTb posib TpUrrepa mMetabosIMyecKux
OUCOYHKUMIN B OpraHn3Me, B TOM YUCNE, CHUKEHUS YyBCTBU-
TENTbHOCTU K MHCYNIUHY.

BnusaHue nameHeHns obpasa XMU3HU (YMeHbLUEHWE Macchl
Tena, aneta, GuU3nyecKas aKTMBHOCTb) B paMKax [porpaMmbl
npodunaktMkm anabeta oKasanocb BABoe 3hdEKTUBHEE, YEM
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Puc. 1. OTHOCUTENbHbIM PUCK PA3BUTUS AMabeTa TUna 2 y KeHLWMH
C pa3HblM ypoBHEM HU3UHECKON@KTMBHOCTU B 3aBUCUMOCTH OT
Hann4usi / OTCyTCTBMA 3TOro 3ab0seBaHna y 04HOro Mnu
o6GouX poautenen

BO3/€ENCTBUE NIEKapCTB 'HA, YPOBEHb MMMKMPOBAHHOIO remMorso-
61Ha, KOTOpbIM, KaK M3BECTHO, OTparkaeT CPefHIO KOHLEeH-
TpauMIo MMOKO3bl B KPOBM 3a npeabiayuine 2-3 mecsua. Kpome
Toro, y 60onbluMAETBa NaLMEHTOB rpynnbl U3MeHeHWUs obpasa
WU3HW, CTaBLWWWA, HOPMabHLIM B pesynstate NpeanpuHATbIX
MeponpUATURYPOBEHL TNIOKO3bl COXPAHANCS Tak1UM U B nocne-
[EeNCTBUU.

NHPOPMaL s, U8BNeYEHHasA N3 GYHKLMOHANbHOMo reHoma,
[OMKHa MCNONB30BaTbCA Kak Ans MepBUYHON MPObUNAKTUKKU,
TaK W Ads, Tepanun. 19 Tex nauMeHToB, KTO He MOXKET BbINoJi-
HsiTbU3NYECKHNE yrIpaXKHEHUS (NPU Napanieruun, cnaboctu unu
fpy 3anpeTe NOoBbIWEHHOW GU3NYECKON aKTUBHOCTH), ANs NPO-
GuUnaKTMKKM 3a6oneBaHMin HEMPaBUIIbHOIO 06pasa XKW3HU crie-
[YETpUCONbL30BaTh AMETUYECKUE U/ MU dapMaKonormyeckue
BO31EWNCTBMS.

Mpobnema n3yyeHus aulaganTtauuu BCleacTBUE B3au-
MOAENCTBUA GU3NYECKON MacCUBHOCTU W FrEHOB UMEET Co-
UnanbHoe 3Ha4veHue. [Mo3HaHWe MpPoLLEeCcCcCOB 3TOr0 B3anMO-
[eACTBUS Ha MONEKYNIIPHOM YPOBHE MO3BOJIUT OCYLECTBAATb
naeHTuduKaLmio OTBETCTBEHHbLIX 38 pa3BuUTUE 3aboneBaHui
MOMNEKyN, paHHee BbIBNIEHNE PUCKA U NEPBUYHYIO Npobuiak-
TUKY psiia XPOHMYECKUX 3aboneBaHUi Yepes3 ABUraTesbHyto
aKTMBHOCTb [2].

Ha o6uiem ¢oHe BblAenatoTcs NoKa YTo eaAUHUYHbIE NUcche-
[I0BaHUS BIMSHWUSA MONyYEHHON reHeTMYecKon MHbopMaLmm Ha
nBuratenbHoe u nuilesoe noseaeHne nHaneuaos. D.E.Nielsen
n A.EI-Sohemy [19] oTmeyaloT, YTO OrpaHU4YeHMa NOAOGHbIX UC-
CcNnefoBaHUM COCTOST B TOM, YTO OLL€HKU MHAWBWUAYaNbHOIO reHe-
TUYECKOro PUCKa He cneunduyecku cBa3aHbl C 06pa3oM HU3HM
nauneHTOB, U COBETHI, laBaeMble NalunMeHTaM, He NepCoHann3u-
poBaHbl, MO3TOMY U KPUTUKYETCH FEHETUYECKOE TeCTUPOBaHUe
B Lenom. Ho HeaBHWIM onpoc YuTatenen xypHana Nature no-
Ka3zaf, 4To 27% pecrnoHAEeHTOB, UBMEHMBLLUNX OAUETY, 06pa3 K13-
HWU MM BHECLUMX KOPPEKTVBLI B MPUHUMAaEMble MeAMKaMEHTbI B
COOTBETCTBMMU CO CBOMM FrEHOMOM, NOATBEPANIIU, HTO reHeTUYe-
CKast UHbOPMaLMA MOXKET NOBAUSATL Ha NOBEAEHME.

OTHOCWUTENBHO FEHHON Tepanuu cneayet UMeTb B BUAY, YTO
NpU XPOHWYECKUX 3aboNieBaHUAX MYNILTUFEHHOrO XapakTtepa
(KopoHapHaa 60ne3Hb, MHCynbT, Al, NOPOKKU cepaua, AvabeT
TMNa 2, 0CTeonopos, AeMeHUMs U Apyrue), B MaHudbecTauumto
KOTOPbIX BHOCUT BKNaj rmnognHaMung u apyrue paktopbl BHELL-
Hew cpefbl, B Tepanuu Hy)AalTCs MHOMME reHbl, YTO Ha AaHHOM
3Tane pas3BUTUS HayKU He NPeACTaBAsSeTCcs BO3MOMXKHbIM [22].
Kpome TOro, faxe B BbICOKOPa3BUTbLIX CTPaHax rocyfapcTBo He
MOXeT GUHAHCOBO 06ecneyYnTb MHOXECTBEHHOW FreHHOW Tepa-
nuern MUITMOHLI Ntofen ¢ NOAOOHbIMKU 3aboneBaHUaMK. oKa
4TO, MO-BMAMMOMY, BO3MOXHO MpoBeleHue WHAWBUAYabHON
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reHHOW Tepanuu NPy HEKOTOPbIX MOHOTEHHbIX 3aboneBaHmsX.
Ha gaHHOM aTane posb pPerynsitopoB reHOB MOXET BbINONHATb
exxeaHeBHas GuU3nyecKas Harpyska.

HyTprnoreHoMuKa: nepcneKkTMBbl NEePCOHaNIU3UMPOBaH-
HOro NUTaHUS

B nocnegHee BpeMsi Hayana aKTMBHO pa3BMBATbLCA HY-
TPUreHOMMKa, M3yyallas B3aMMOOTHOLLIEHUS MeXay reHamu
W OMEeTON, BbISIBASOWASA, KaK HYTPUEHTbl AENCTBYIOT Ha QYHK-
LMK TEHOB, a TaKXKe KaK reHeTuyeckue Bapualmu BAUSIOT Ha
nuweBoe NoBeAeHWE YelOBEKa, ero nuuleBble NpeanoyTeHus.
HyTpureHomMMKa — 3TO HayKa O reHeTMYeCKM O6YC/IOBNEHHOMN
CNoco6HOCTU OpraHM3amMa ycBaunBaTtb T€ UK UHbIE BUAbI MULLK U
BO3MOHOCTM C MOMOLLbIO HYTPUEHTOB BWATb Ha @aKTMBHOCTb
nedeKTHbIX reHoB. B page ctpaH, Hanpumep, B KaHage, uccne-
[oBartenv Havyanu yaensatb 6onee npucrtanbHOe BHUMaHWe B3au-
MOCBSI31M reHOMa ¥ NUTaHus. BbiiBNEeH MHTePeCHbIM NapagoKce:
nauMeHTbl B OCHOBHOM BepST, YTO MHAMBUAyaNu3MpoBaHHas
COrNacHoO reHoMy AneTa MOXET MOMOYb CHU3WUTb yHacneaoBaH-
HbI pUCK 3aboneBaHui, a NpodeccnoHasbl HacTpoeHbl 6onee
CKENTUYECKK, B TOM YUCNEe MOTOMY, CHUTAIOT OHM, YTO MONyYEH-
Has NpU TeCTUPOBAHWKU MHAMBMAA reHeTUYecKas MHdopmaumsa
He Bcerga noHsATHa. KakoBbl e JaHHble paHAOMU3MPOBaHHbIX
KOHTPOJIMPYEMBIX CEPUI NO ajanTauuu AUETbl K reHeTUYeCKoMY
npodunlo MHAMBKMAE, U KaKMe BO3MOXHbl pPEKOMeHAauun no
n3MeHeHuo nNutaHua? Mo pesynstatamM MccnefoBaHUs KaHafd-
CKMX creuunanucToB no reHetuke u nutanHuio D.E.Nielsen u A.EI-
Sohemy [19] 6b11n pa3paboTaHbl peKOMEeHAaLUUK MO eXeaHEB-
HOMY paLMOHy, KOTOpble MO PAAY MYHKTOB OT/IMYanuCh OT obLle-
NPUHATLIX. Hanpumep, oblias pekomeHaaumus no notpedneHunio
KopenHa 3BYYMT TaK: A1 MEHLWMWH [OeTopoAHOro Bo3pacTta
— makcumyM 300 Mr/geHb, a ans B3pOC/bIX MyXKYMH — MaKCH-
MyM 400 Mr/peHb. Ans niogen, npoweawmnx reHeTMyecKoe Te-
CTUPOBaHWe, B TEKCT PEKOMEHAALMI caenaHa BCTaBKa: ecnuy.
Bac BbisiBneHa CC Bepcusa CYPIA2 reHa, TO cnegyet orpaHnyunTb
notpebneHne KobenHa He meHee Yem o 200 mr/aeHbd lanee
yKa3blBaeTcsl, 4TO KOPEUH coaepKuTca B Kode, Yae, IHepreTm-
Yyeckux Hanutkax. OgHa Heb6onbwas (225 mn) Yyawevykaykodbe
coaepuT okono 100 Mr kodbeunHa, a TaKas e Yallleyka 4yag —
okono 50 mr kodeunHa. B 355 mn Konbl (1 6yThIo4YKa)= OKONO
30 Mr KodenHa, a B 3HEPreTUYECKNX HAaNUTKaxX.CoaepaHue Ko-
denHa konebnetcs ot 80 o 200 Mr B 3aBMCMMOCT OT EMKOCTH
Tapbl U dupmbl-usrotosutens». Ana 95%ga0aen, NORYHUBLINX
[MeTUYEeCKNe peKoMeHaaLmmn, OHU OblIM MOHSATHBI, MPUYEM ANd
86% OHW GbINM HOBLIMW, U 3TW NOAUEXOTENN OOMbLUE 3HATL O
CYTU 3TUX peKomeHaaumnmn. Tonbko 9% M3 HUX'CUUTANN, YTO reHe-
TMYeckas MHbopMaLuums, JaHHas uM, Bbi3biBasa 6€CrnoKoncTBO.
370 uccnegoBaHue NPOAEMOHCTPUPOBANQMYHTO Nt0AN UHTEpPE-
CYIOTCA HYTPUOrEHOMMUKON, U YTO AMETUHECKME PEKOMEHAALMK
(KOHEYHO, HETONbKO B OTHOLLEHWK NoTpebreHns Kode), AaHHble
Ha OCHOBE MX CO6CTBEHHQFOyEHOMaNB01ee NONESHbI, YEM 06-
e ans Bcex pekomeHgallmun. Pegynsratel 3T0ro UccnegoBaHus
MOKa3bIBaloT, 4TO MO/OAbIE B3POCAbIE NIOAMN MOIYT MO3UTUBHO
BOCIMPUHATL HACTYMjaeHWe HOBOW 3pbl NePCOHANIN3UPOBAHHOMO
nNUTaHMs, 4TO CTAaHOBMTCH BO3MOXHbIM Gnarogaps ycnexam B
nepcoHanu3auuun reHoma.

dapmaKoreHOMUKa /i NepcoHaIM3MpoBaHHOW Meau-
LiMHbI

MbI“He, MOXEM He YMOMSHYTb, 4YTO F€HOMMUKa OTKpbIBaeT
nepcneKkTMBbl MHAMBUAYANM3UPOBAHHOW MeAULUMHbI, YynpaB-
NeHns, Npu HEOBXOAMMOCTU, FEHETUHECKUM MNpodUneM KaxK-
[I0r0 YyenoBeKa He TONbKO Ans NPOodUNaKTUKKU, HO U ANns neve-
Hus. lNpeacrtaBnsieTcd HEOOXOAMMBIM [JanbHenwee pasBuTUe
dapMaKOreHoOMMKH, y4uTbiBas HeBocnpunumynsoctb 30-60%
NauneHToOB K PEKOMEHAyEMbIM JieKapcTBaM, HemnonHow 3d-
GEKTUBHOCTY MEAMKAMEHTOB WK JaXKe UCKaXKEHHbIX peaKLui
Ha HWX, YpeBaTblX 3HAYUTENbHbLIM YXYALWEHUEM COCTOAHUS 340-
poBbs [15]. YcTaHOBNEHO, YTO aHTUKOArynaLMOHHbIM Npenapar

BapdapuH UMeET y3KNN ananas3oH Mexay 3PdEeKTUBHOCTbIO U
TOKCUMYHOCTbIO, U ONMAaCHOCTb OC/IOXHEHUIM 3aKto4aeTcs B 60/b-
Wwon BapuaTMBHOCTM 3OPEKTUBHOM AN  WHAMBWAOB [A03bl.
PuCK KpoBOTEYEHUI MpU NMpUEME peKOMeHAYyeEMbIX 403 Bapda-
pUHa accouuupyetcs ¢ nonumopduamMom B LmTOoxpome P450
CYP2C9. CYP2C9 — 310 3H3MM, OTBETCTBEHHbIN 32 META60/IM3M
BapdapuHa, U BbiIBleHWE NONUMOPDU3MAICBUAETENBCTBYET O
HapylweHn ero Metabonnama. B AHMuMK, Hanpumep, Yactota
deHoTMNa CHUXEHHOro MeTabonuaMaiBapdapuHa coctasnseT
0oKono 3%. PUCK OCNOXHEHUN B BUZE KPOBOTEYEHWUW WM, Ha-
060poT, TPOMG030B COCYZ0B M TPOMBIMO0/IMKN /OCOBEHHO Be-
JIMK Npu nogéope adpbeKTMBHOM A03bl BapdapuHa B TeyeHue
nepBoro roga nevyexus. OgHaKoBayIpPo61eMbIC JO3MPOBAHUEM
BapdapuHa OTBETCTBEHHbIM APYFUE OCOOEHHOCTU reHoTUMa UK
HereHeTuyeckue dakTophl, Tak Kak €YP2C9O accouuumpyeTtcs C
YyKa3aHHbIMW OCNTOXKHEHWAMM ToNbKO B 10-20% cnyyaeB ux pas-
BUTUSA. Hanpumep, npu geduuinte npotenHa C unun ero kodakro-
pa, npoTerHa S, Nnocne BBeeHUa BapdapnHa oTMevaeTcs pas-
BUTUE HEKPO3a TKaHeMN.

MOoHO NPUBOAUTE U ApYIKe NpUMepbl CBA3U HeaddeKTUB-
HOCTU WAW OCNOXXHEHUM MPU MCMOSIb30BAHUU MHOMMX NeKap-
CTBEHHbIX MpenapaTtoB Cpi€HOTUNOM / GEeHOTUMOM, HO 3TO He
BXOAMT B 3aja4vy AaHHOM CTaTbW. OQHO3HAYHO O4HO — MEepPCOoHa-
NM3MpOBaHHasn NIeKapCTBEHHas Tepanusa A0SI*KHa OCHOBbIBATb-
Csl Ha'pesysibiatax TecTupoBaHusa dapmakoreHoma [5, 17].

B 3aK1l04eHNEN0TMETUM, YTO reHeTnyeckass MHbopmaums
Nno PUCKY 3a6ofieBaHUM M BbIGOPY NOAXOAAWMX ANS MHAMBMAA
NeKapCTB BOCAPMHUMAaETCS UHAMBMAAMU 6onee CEPbE3HO, YEM
CBeEeHMS M. HyTpuoreHomuKe. OgHaKo, B AHIUMK, Hanpumep,
OCBEAOMIEHHOCTb HaceneHus No reHeTMY4ecKoMy TecTUpoBa-
HUIO HU3Kas (13-24%). B EBpone 3anMHTepecoBaHHOCTb Hace-
JIEHUA B NPOBEAEHUN TECTUPOBAHWUS MepcoHaNbHOro reHoma
cocTaBnsSeT B pa3Hbix cTpaHax 50-66%. MiccnegosaHus, npose-
neHHble B nocneaHee Bpems B Bennko6putaHum n CLLA, BbISBUY-
JIN,MTO MOOAbIX B3POC/bIX N0Aen aTa npobnema 3atparmsaet
€elLé CoBepLlIEHHO HegocTaTo4yHO. Heob6xoaMMo LWMpoKoe pac-
npocTpaHeHWe Hay4yHO-0O60CHOBAHHOMW, HO MOHATHOM 4S9 Ha-
cefeHnsa nHdopmMaummn No 3HA4YEHUIO TECTUPOBAHUSA UHOAUBUIY-
anbHOro reHoma A1 BbIBIEHWUA HACNeACTBEHHbIX TEHAEHLUUM
K pa3BUTUIO psifa pacnpoCTpaHEHHbIX XPOHUYECKMX 3aboneBa-
HWUM C Lefiblo NIaHUPOBaHUSA NyTen UX NPOrHO3a U paHHen Npo-
GUNAKTUKM eLLEé B JOCUMNTOMATUYECKUI Nepuroa, a Npu KINHK-
YyecKow maHudecTaunn 3aboneBaHna — noabopa ageKBaTHbIX
reHoMy MeIMKaMeHTOB.

Mporpecc B TEXHONOMUSAX ONpeaeneHns reHoma obecneymn
BO3MOMXHOCTb MHbOPMaLWMWU UHAMBUAOB OTHOCUTENbHO FEHETH-
YECKUX OCOBEHHOCTEN UX POAOCTIOBHON, PUCKaA pa3BUTUA 3a60-
NleBaHWM, a TaKKe 0 CnoCo6HOCTU MeETaboNN3MPOBaTb HYTPUEH-
Tbl U NekapcTBa. OgHaKO reHeTUYecKoe TeCTUPOBaHMeE MoKa YTo
He BCeM AO0CTYnHO: HanpuMep, B CLLIA ero cTtouMoCTb cocTaBnsi-
et o1 $99 no $2000, B LLBelapcKon AKageM1Mn aHTMBO3pPacT-
HOW MeAMLMHBI, Mo nNporpamme «Ball reHeTM4YecKnin nacnopT», —
8750 wBenUapcKkux ¢ppaHKoB, B MOCKOBCKOM LEHTpe More-
KYyNSIPHOM FrE€HETUKM, CTOMMOCTb OTAENbHbIX TECTOB Ha AaHHbIN
MOMeHT cocTaBnseT ot 500 go 2000 pybnew, a TecTUpoBaHue
reHeTM4ecKoro Nnpoduns cepaeyHo-cocyancTbix 3ab6oneBaHnm —
7000 py6newn.

BHeapeHve TreHeTMYecKoro CKpPUHMHIa 3HaMeHyeT Cco-
60/ Havyano HOBOM MapaguvrMbl B MpodunaKTUKe, B MNepByto
oyepenb, 3aboneBaHui cepaua. [eHeTMYecKoe TecTUpoBaHue
WHOMBWAOB C CEMENHOM WCTOpWMEN Kapauo- U LepebpoBacKy-
NAPHbIX 3a60/1EBAHUA UK C APYrMMKU daKTopamMu pUCKa UX pas-
BWUTUS JO/MKHO MPOBOAWUTLCS B TOM BO3pacTe, Koraa euweé Bo3-
MOKHa apdeKTBHaa NnpodunaxkTMKa: y My>KYMH BO BTOPYIO-Tpe-
TbiO leKajy XM3HM, eCNK HE paHblUe, Y XEHLHUH — nepej NaTon
nexkagow [22].

[EHOMWKa M HyTpPUreHOMWKa SBASIOTCA TaKKe COoCTaBis-



IOLMMM COBPEMEHHON MPEBEHTUBHOM aHTUBO3PACTHOM Me-
AMUMHBL. B 3py reHoMWKM nepcoHanu3vpoBaHHas MeauLuuHa
BK/IOYAET TeHEeTUYECKYl0 MHOPMaUMIO AN AOCTUMKEHUS [0-
NMOJTHUTENBHOIO ycrnexa NPOPUIaKTUHECKNUX U TepaneBTUYECKNUX
cTpaTernn B acnekte adheKTMBHOCTH, 6€30MNacHOCTH U NPOAOSI-
UTENBHOCTU NIeYeHus.

lNepcoHann3oBaHHasi MeAMUMHA Ha OCHOBE TEHETUKM M
3MUreHETUKM MOXKET CbirpaTb BEAYLLYIO PONb B HaLMOHAaNbHbIX
1 rno6anbHbix pedopmax 34paBoOOXPaHEHUS YiKe B BAnKanLeM
OyayLiem, 0CO6EHHO B OTHOLIEHWM Kapauo- u Liepebpococyau-
CTbIX 3a60/1eBaHNi, 6UYY COBPEMEHHOCTH.
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